SUMMARY Two brothers presented with unusual facial features, microcephaly, developmental delay, and severe postnatal growth retardation. They both developed eczema in infancy and have had recurrent infections. Additional physical findings in both boys included hypogonadism, flexion contractures, hypoplastic patellae, and scoliosis. Their facial similarity was striking with sloping foreheads, beaked noses, large, protruding ears, and micrognathia. Low levels of serum gammaglobulins and defective chemotaxis were present in both boys in infancy. The hypogammaglobulinaemia was transient and improved, reaching normal levels by 31/2 years and 15 months, respectively. Defective chemotaxis and recurrent infections have persisted to the present. Both parents were normal. The mode of inheritance was not clear, as both X linked and autosomal recessive patterns were possible. Although patients with congenital malformations who also had immunodeficiency have previously been reported, immune system abnormalities, especially those of a transient nature, may frequently go unrecognised.
The proband was the product of a term pregnancy complicated by hypertension in late gestation. His birth weight was 4000 g and Apgar scores were 6 and 9 at one and five minutes, respectively. At birth, he had unusual facies, microcephaly, and anal stenosis. Chronic feeding problems, poor weight gain, atopic dermatitis, and recurrent respiratory infections were apparent by 2 months of age.
At 4 months of age, he weighed 4675 g, his length was 55 cm, and head circumference was 37 cm, all Burhan Say, Nancy Barber, Gerald C Miller, and This patient has been examined on several occasions; he is now 7 years of age. During his last visit at the age of 6½/2 years, he was 98-4 cm in length, weighed 13-5 kg, and his head circumference was 44-5 cm, again all well below the 3rd centile. He still suffers from recurrent infections, including herpes and bacterial pneumonias, although his most recent serum immunoglobulin levels were within the normal range. Eczematous skin lesions with excoriation are still prominent. Additionally, a linear naevus like lesion has developed during the last 18 months extending from the right mid upper arm across the chest. His facial features remain unchanged (fig 2) . Both tympanic membranes were opaque but were not actively draining. Two central and two lateral incisors were missing and x-rays of the mouth showed that several permanent teeth were also missing. He had multiple dental caries. The penis was small and two small masses approximately 0-5x0-3 cm were palpated in the scrotum, probably representing rudimentary testes. There were flexion contractures of the elbows, dislocated hips, marked laxity of the knees, and an inward deviation of the lower ends of the femora (fig 2) . The patellae could showed the acetabular roofs to be shallow. Ile was also noted to have very lax knee joints and mild atopic eczema. When last seen at 5 years of age, he was able to walk, was toilet trained, and had considerably more language than his brother. He Burhan Say, Nancy Barber, Gerald C Miller, and Stanley E Grogg was 100-2 cm in length, weighed 13 kg, and his head circumference was 45 cm (all below the 3rd centile for age). His primary teeth were in place. The tonsils were present. The genitalia were those of a prepubertal male but the testes were small (O5 xO-5 mm). The extremities were malformed with inward deviation of the lower ends of the femora, most marked on the right in spite of corrective surgery (fig 3) . The patellae could not be palpated and the knees appeared to be somewhat enlarged. No signs of spasticity involving the lower extremities were noted, although his heel cords were tight. His gait was quite abnormal in that he had considerable inward deviation of both knees, more marked on the right than the left. He had mild flexion contractures of the elbows.
Laboratory studies Routine urine and blood studies and blood and urine amino acid screening were normal. Serum growth hqrmone level and chromosome analysis with Giemsa banding were also normal. The results of the immunological studies were somewhat similar to those seen in his brother and are shown in 
Family history
The mother was 20 and the father was 22 at the time of the birth of their first child. There was no consanguinity and both were in good health, although mildly obese. A family history of developmental delay, atopic dermatitis, or recurrent infections was specifically denied. However, the son of a paternal half-brother was said to have craniosynostosis, bilateral hip dislocation, and anal stenosis. His subsequent growth and development was reportedly normal.
Growth and development These children have been followed for over five years. Both were of normal weight at birth with very poor growth patterns in early infancy and are now parallel to but below the 3rd centile for both height and weight. The microcephaly in both boys is striking. The craniotomy done on the older child did not result in accelerated head growth. Cognitive abilities in case 1 remained at age level on the Mental Scale of Bayley until he was 16 months of age when they dropped slightly. Subsequent evaluation at 29 months showed a further decrease into the borderline range of ability. 
